Description
The gene spans 36 kb on the short arm of chromosome 20. It contains 26 exons (size from 28 bp to 2 kb) and 25 introns (size from 89 bp to nearly 9 kb): 
Transcription
JAG1 is transcribed from centromere to telomere. The 26 exons are coding; exon 1 is coding on the last 81 bases, and exon 26 on the first 455 bases. The transcript size is 5.5 kb. Table 2 . EGF-like repeats of the human JAG1 protein. A : the 16 EGF motifs are aligned. A 24-amino acid insertion is present in EGF10 (in grey, as in human JAG2 protein). The numbers above the sequences refer to cysteine residues (C in blue). Each EGF-like repeat contains 6 cysteine residues, able to make disulfide bond bridges: 1st with 3th ; 2nd with 4th and 5th with 6th. Some of these repeats are calcium-binding EGF-like domains, which have at their amino-terminus, negatively charged or polar residues such as aspartic acid (D), glutamic acid (E), glutamine (Q), and asparagine (N). B : consensus sequence of an EGF-like repeat. x is any amino acid. Three glycine (G) residues are conserved (in green). The amino acid Z (in yellow) could be either phenylalanine (F), tryptophan (W), tyrosine (Y) or histidine (H).
Expression
Very wide; in heart, arteries, kidney, lung, pancreas, skeletal muscle, central nervous system, limb bud, etc. during embryonic and fetal development; in adult tissues; in tumors.
Localisation
Transmembrane plasma proteína.
Function
Ligand of the NOTCH family of receptors. The Notch signaling pathway plays a crucial role during embryonic pattern formation, controls many conserved cell determination events and defines a fundamental mechanism controlling cell fate. It is involved in lineage cell decisions in a variety of tissues. It plays a role in hematopoiesis, vascular development and angiogenesis, myogenesis, neurogenesis, somitogenesis; kidney, eye, ear, and tooth development etc.
Homology
Serrate in D. melanogaster; Lag-2 in C. elegans; Jagged 1a and jagged 1b in zebrafish (D. rerio); Jagged2 ou serrateB in zebrafish (D. rerio); X-serrate-1 in tadpole (Xenopus laevis); C-serrate-1 and C-serrate-2 in chicken (Gallus gallus); Jagged1 and jagged2 in mouse (Mus musculus); Jagged1 and jagged2 in rat (Rattus norvegicus); Jagged1 and jagged2 in dog (Canis familiaris); Partial jagged1 in Bos Taurus; JAGGED2 in Homo sapiens. Figure 2 ). Seventy per cent of mutations are nonsense or frameshift mutations leading to premature stop codons; 15% are missense mutations and 14% are splice site mutations (Figure 3) . The most frequent mutation ('delCAGT' in exon 17) accounts for 5% of all mutations. Some AGS probands present with no mutation in the DNA of the 26 exons and exon boundaries of JAG1. In those instances, no prenatal diagnosis can be performed.
Mutations

Germinal
Most mutations (70%) are de novo.
Somatic
Cases of mosaicisms are described.
Implicated in
Alagille syndrome (AGS)
Disease Syndrome associating 5 major features (complete syndrome): paucity of interlobular bile ducts, pulmonary artery stenosis, butterfly-like vertebrae, posterior embryotoxon and a peculiar face. Only the 2 first ones are symptomatic. Incomplete syndrome is very frequent. AGS presents with a highly variable expressivity and nearly complete penetrance. 
Tetralogy of Fallot
Disease
The heterozygous mutation (G274D) in EGF2 of JAG1 has been reported in one family: affected family members also had characteristic facies.
Familial deafness, congenital heart defects, and posterior embryotoxon Disease The heterozygous mutation (C234Y) in EGF1 of JAG1 has been reported in one family.
